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Newborn Screening in FranceNewborn Screening in France

Pr. P. CzernichowPr. P. Czernichow
Hospital Necker, ParisHospital Necker, Paris

OrganizationOrganization of the networkof the network ►► AA treatmenttreatment existsexists

andand

►► WillWill improveimprove the the childchild’’ss condition if condition if 
initiatedinitiated earlyearly in life   in life   

Objective of Objective of neonatalneonatal screeningscreening

To To screenscreen for for diseasesdiseases for for whichwhich

To To reachreach thisthis goal the French goal the French ««SocialSocial SecuritySecurity»»
isis supportingsupporting -- andand funding funding -- a programmea programme

►► Free of charge for the parents Free of charge for the parents 

►► Not Not mandatorymandatory

►► AtAt the the nationalnational levellevel but but alsoalso atat the the regionalregional levellevel
(to (to bebe close to the population and to the close to the population and to the specializedspecialized
medicalmedical teams in charge of the patients)teams in charge of the patients)

Neonatal ScreeningNeonatal Screening

Name:Name:
AssociationAssociation FranFranççaise Pour le aise Pour le Depistage             Depistage             
et la et la PreventionPrevention des Handicaps de des Handicaps de ll’’enfantenfant

Structure :Structure :
PresidentPresident Treasurer Treasurer -- SecretarySecretary Council and Council and 
CommiteesCommitees

RoleRole

Neonatal ScreeningNeonatal Screening
OrganisationOrganisation atat the the NationalNational LevelLevel

DecideDecide the the strategystrategy
DiseasesDiseases to to bebe screenedscreened , , technicstechnics to to bebe usedused , agreement on , agreement on cutcut--offoff

FinancesFinances
EstablishEstablish a budget a budget CollectCollect the the fundsfunds fromfrom the social the social securitysecurity and and 
pays the pays the regionalregional--locallocal-- structuresstructures

AdministrationAdministration

InformationInformation
ToTo keepkeep the public the public informedinformed ((leafletsleaflets--brochures brochures ––web web sites)sites)

CollectCollect EpidemiologicalEpidemiological datadata
NumberNumber of Infants of Infants ScreenedScreened and patients and patients diagnoseddiagnosed False + and False + and --
FollowFollow--upup

Neonatal ScreeningNeonatal Screening
OrganisationOrganisation atat the the NationalNational LevelLevel

RolesRoles

• The Central Structure at the National 
level supports and controls Regional 
structures in charge of implementing 
the screening in the Regions 

Organisation of the  ScreeningOrganisation of the  Screening
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•• DepartementDepartement dd’’outreoutre mer (DOM)mer (DOM)
•• ReunionReunion Guyane Guadeloupe Martinique St Pierre et MiquelonGuyane Guadeloupe Martinique St Pierre et Miquelon
•• Territoire dTerritoire d’’outre mer/outre mer/NelleNelle CaledonieCaledonie PolynesiaPolynesia
•• OtherOther

Regional OrganizationRegional Organization

Great variabilityGreat variability

IleIle De De France :France : 175 852175 852

Franche ComtFranche Comtéé :   14 172:   14 172

LimousinLimousin :: 7 7 379379

●● Advantage :Advantage : to have a good service to have a good service 
atat the the levellevel of the populationof the population

●● Disadvantage: CostDisadvantage: Cost

Newborn Screening in FranceNewborn Screening in France
Quantitative AspectQuantitative Aspect

In 2004 In 2004 :: 817 388 tests 817 388 tests performedperformed

•• DepartementDepartement dd’’outreoutre mer (DOM)mer (DOM)
•• ReunionReunion Guyane Guadeloupe Martinique Guyane Guadeloupe Martinique 

StSt Pierre et MiquelonPierre et Miquelon
•• Territoire dTerritoire d’’outre mer/outre mer/NelleNelle CaledonieCaledonie PolynesiaPolynesia
•• OtherOther

1 1 -- ImplementImplement the the strategystrategy defineddefined atat the national the national levellevel

2 2 -- OrganizeOrganize the the «« workingworking chainchain »»

-- MaternityMaternity hospitalshospitals collectcollect the the paperspapers

-- CentralCentral office office registerregister and and sendsend the the bloodblood spots to spots to labslabs

-- ResultsResults back to central office and  back to central office and  

-- Abnormal/suspectAbnormal/suspect values values with ID of parents willwith ID of parents will bebe sent sent to to 
specialisedspecialised pediatricianspediatricians whowho workwork withwith the the network.network.

TheyThey willwill contactcontact thethe patients and patients and establishestablish the correct the correct 
diagnosisdiagnosis and and initiateinitiate the the treatmenttreatment..

-- CentralCentral office office isis informedinformed to to fillfill epidemiologicalepidemiological data basedata base

3 3 -- ReportReport to The National officeto The National office

-- FinancialFinancial and and medicalmedical data data 

Roles of the RegionsRoles of the Regions

** targeted populationtargeted population

1/45071/45074284281,91,9CysticCystic FibrosisFibrosis

1/6691/669274727471,841,84SickleSickle CellCell**

1/35581/35585786578620,520,5
CongenitalCongenital
HypothyroidismHypothyroidism

1/17 2921/17 2921573157327,227,2PKUPKU

IncidenceIncidenceNumberNumber of of 
patientspatients

N N TestedN N Tested
millionsmillions

DiseaseDisease

Diseases ScreenedDiseases Screened

1/1/15306153065745748,88,8Congenital Adrenal Congenital Adrenal 
hyperplasiahyperplasia

Close to 100%  of the French population Close to 100%  of the French population 

Age Age atat diagnosisdiagnosis and and treatmenttreatment ((daysdays))

-- PKU :PKU : 1111

-- CongenitalCongenital Hypothyroidism :Hypothyroidism : 1111

-- AdrenalAdrenal Hyperplasia :Hyperplasia : 99

-- CysticCystic Fibrosis :Fibrosis : 3333

-- SickleSickle Cell :Cell : 5959

Efficacy of ScreeningEfficacy of Screening

WellWell AcceptedAccepted programmeprogramme
•• ByBy the population :  importance of informationthe population :  importance of information

•• ByBy the the medicalmedical team in charge of the team in charge of the diagnosisdiagnosis
and treatmentand treatment

•• EfficacyEfficacy

-- WholeWhole population population screenedscreened

-- IncidenceIncidence close to close to expectedexpected figures figures 

-- FollowFollow upup

ConclusionConclusion


